
Table 4.  Normal Allelic Variants 

Exon Accession 
Number Nucleotide Change Amino Acid 

Change 
Protein 
Domain 

1 rs2256408 149G>A p.R50H N-terminal 
4 ss48398569 356T>C p.L119P N-terminal 
5 rs10878245 457T>C p.L153L N-terminal 
5 ss48398554 546A>G p.K182K N-terminal 

12 ss48398555 1383C>T p.S461S N-terminal 
14 rs7308720 1653C>C p.N551K N-terminal 
18 rs10878307 2167A>G p.I723V N-terminal 
22 rs796650 2857T>G p.L953L N-terminal 
28 rs4640000 3784C>G p.P1262A  
30 rs7133914 4193G>A p.R1398H Roc 
30 rs11175964 4269G>A p.K1423K Roc 
32 ss48398560 4624C>T p.P1542S COR 
33 rs721710 4793T>A p.V1598E COR 
34 rs1427263 4872C>A p.G1624G COR 
34 rs11176013 4911A>G p.K1637K COR 
34 ss48398562 4937T>C p.M1646T COR 
34 rs11564148 4939T>A p.S1647T COR 
36 rs11564176 5035C>T p.R1725STOP COR 
37 rs10878371 5457T>C p.G1819G COR 
42 ss48398565 6241A>G p.N2081D MAPK 
43 rs10878405 6324G>A p.E2108E MAPK 
43 rs12423862 6356C>T p.P2119L MAPK 
44 ss48398566 6510C>A p.G2170G  
46 rs12581902 6782A>T p.N2261I WD40 
48 ss48398567 7155A>G p.G2385G WD40 
49 rs3761863 7190C>T p.T2397M WD40 

Reviewed in Mata, Kachergus et al (2005) 
 
 


